Clinical manifestations of primary amyloidosis can be subtle, particularly when the gastrointestinal tract is involved. We present two cases that illustrate the diversity of such involvement and the subsequent problems with diagnosis. Gastrointestinal effects of primary systemic amyloidosis are reviewed and clinical pointers towards diagnosis are discussed. In particular these cases illustrate the importance of providing all the clinical details to the pathologist and mentioning amyloidosis as a possible diagnosis.
Over the following year she developed cardiac failure and postural hypotension. An ECG showed small voltage complexes with a pseudoinfarction picture of septal Q waves. She subsequently developed vertebral collapse with isotope bone scan evidence of bony infiltration. She died in hospital three and a half years after presentation due to the combined effects of heart failure and cachexia. CASE 2
A 57-year-old lady presented to the gastroenterology clinic with a two year history of crampy lower abdominal pain and a two month history of profuse watery diarrhoea. She described episodes of nocturnal diarrhoea and faecal incontinence but no blood loss. She had lost 4 kg in weight. A recent barium enema had been normal. Six years previously she had been diagnosed as having a cutaneous vasculitis, having presented with a diffuse bruising purpuric rash. Skin biopsy at that time demonstrated thickened dermal blood vessels with C I q deposition. There were no serological markers or other features of vasculitis. A year prior to this presentation, investigation for atrial fibrillation had revealed mild cardiomegaly, and echocardiographic evidence of early left ventricular hypertrophy. On examination there was a purpuric rash over her upper chest, arms and peri-orbital area (figure 1 a, b, c). Dipstick urinalysis showed proteinuria. Blood pressure was 90/60 mmHg. Flexible sigmoidoscopy revealed a diffusely abnormal mucosa with a glistening oedematous appearance. There were friable areas which bled easily on contact. Clinically her presentation was consistent with colitis, possibly vasculitic in origin. Rectal biopsy however showed only thick walled sub mucosal vessels. Full blood count, sedimentation rate, and biochemical investigations remained normal throughout. A small bowel series showed rapid transit but no mucosal abnormality. A therapeutic trial of prednisolone enemas and oral mesalazine produced no clinical benefit. She was later readmitted for further investigation of persisting These cases illustrate the subtlety of primary amyloidosis affecting the gastrointestinal tract. Earlier diagnosis can be achieved using the extragastrointestinal clues mentioned above in association with urine and plasma electrophoresis. Even at this stage the diagnosis can be missed if the pathologist is not alerted to the possibility of amyloidosis as a clinical differential diagnosis. This approach will avoid unnecessary investigation and subsequently inappropriate and potentially dangerous treatment.
